Germline Mutations of Regulator of Telomere Elongation Helicase 1, RTEL1, In Dyskeratosis Congenita
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Online Resource 1: Exome coverage statistics.

Family NCI-164 NCI-180
Individual NCI-164-1 NCI-164-2 NCI-164-3 NCI-164-4 Average NCI-180-1 NCI-180-2 NCI-180-3 NCI-180-4 Average
Target length (bases)® 34990248 34990248 34990248 34990248 34990248 34990248 34990248 34990248 34990248 34990248
Bases on target with at least 15 reads 26413557 28661745 28286669 27191351 27787324 32413676 31695899 29178816 29364816| 31096130.33
75.5% 81.9% 80.8% 77.7% 79.4% 92.6% 90.6% 83.4% 83.9% 88.9%
On-target reads 31478547 53202296 29766523 45923046 38149122 112308677 69138636 35975304 34927224| 72474205.67
On-target bases 2392369572 4043374496| 2976652300| 3490151496 3137465456| 10306271225| 6778812950| 3302048050 3205975850| 6795710742
Off-target reads 63489773 65165775 8668801 55160926 45774783 34921887 20139172 13702616 13347250 22921225
Off-target bases 4825222748| 4952598900 866880100| 4192230376{ 3548233916| 3154558575| 1962798100 1233923425| 1202070100| 2117093367

*based on UCSC hg19 "known genes" coding regions
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